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Adenosine deaminase deficiency, 1049
Admixture, 241, 1839
African Americans, 1839
Africans, 498
Age, 1464
At onset, 270 (L)
Alkaptonuria, 920 (L)
Allele(s)
Common, 880
Frequency, 664 (L)
IBD sharing, 1243 (L), 1245 (L)
a4(IV) Collagen, 1329
a-Mannosidase, 1015
a-Mannosidosis, 1015
Alport syndrome, 1329
Altitude, 1824
Alu insertion polymorphism, 1807
Alzheimer disease, 1578 (R)
Amerindian, 1852
Aminoaciduria, 1396
Ancestral haplotypes, 1862
Anchoring fibrils, 737
Ancient DNA, 1237 (L)
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Bayesian statistics, 947 (R)
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Bivariate analysis, 831
Blistering skin diseases, 1376
BlnI restriction, 181
Blood parasitemia, 498
Bloom syndrome, 1685
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Susceptibility, 1 (R), 125
Therapy, 11 (R)
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Carrier risk, 45
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Centromere instability, 803
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Cholesterol biosynthesis, 55, 329
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Chromosome 17p11.2, 270
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Chromosome 18p, 109, 1777
Chromosome 19q13, 1388
Chromosome 20, 803, 1749
Chromosome Xq27-28, 900 (L)
Cleft lip/cleft palate, 557, 1102
Clinical diagnosis, 1559 (L)
Coalescence, 1237 (L), 1517
Time, estimation, 847
Cobalamin, 409
COD2, 1232 (L)
Coffin-Lowry syndrome, 1631
Coiled bodies, 317 (R)
COL4A4, mutations, 1329
COL5A1, 390
COL10A1, 1659
COL11A1, 1558 (L), 1559 (L)
Color blindness, 1257 (R)
Color vision, 1257 (R)
COLQ, 967
Combined immunodeficiency, 1049
COMDS program, 825
Communal discourse, 696
Comparative genome hybridization, 625
1944 Subject Index for Volume 63
Complementation, 409
Group(s), 1622, 1898 (L)
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Complex I, 1598
Complex trait(s), 225, 547, 654 (L), 1531
Compound heterozygote, 1224 (L)
Computer simulation, 870
Cone dystrophy, 900 (L), 1232 (L)
Cone-rod dystrophy, 274 (L), 1307
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Confined placental mosaicism, 1912 (L)
Congenital anomalies, 322 (E)
Congenital atrichia, 984
Congenital cataract, 921 (L)
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Congenital fibrosis, 517
Congenital lactase deficiency, 1078
Congenital malformation, 1153
Congenital myasthenic syndrome, 967
Consanguinity, 428
Copper, 1663
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Corneal dystrophy, 1073
Cortisol, 370
Cortisone, 370
Cost-benefit analysis, 1160
Cost effectiveness, 1160
Counseling, 1910 (L)
CpG dinucleotides, 1001
Craniofacial anomalies, 703
Craniosynostosis, 1282
CREB-binding protein, 1240 (L)
Crohn disease, 95
CRX, 1307
Cutaneous basement-membrane zone, 1376
Cystic fibrosis, 656 (L), 1160, 1181
Haplotype, 656 (L)
Transmembrane conductance regulator, 656 (L)
Cystinosin, 1352
Cystinosis , 1352
Cytochrome c oxidase, 29, 1609
Cytochrome oxidase, 428
Cytochrome P450, 1694
Cytokine, 1086
D5S436, 101
DAT1, 1767
Deafness, 1175, 1227 (L), 1263 (L)
Dehydrated hereditary stomatocytosis, 810
Deletion, 88
Dentatorubral-pallidoluysian atrophy, 1060
Dermatology, 191
Determinism, 662 (L)
Development, 380
Disorder, 329
Diabetes, 1578 (R)
Type 1, 547
Diabetes mellitus, 447, 1227 (L)
Type II, 1130
Diagnostic heterogeneity, 1767
Diallelic markers, 1872
Diamond-Blackfan anemia, 1388
Dichorionic twins, 339
Dietary preferences, 1271 (R)
Digenic inheritance, 786
Dihydropyrimidinuria, 717
Dimerization domain, 651 (L)
Discordant sib pairs, 1886
Disease, 474
Locus, 1396
Mapping, 1724
Susceptibility, 696, 1743
Disequilibrium mapping, 1517
Disomy 21, 1067
Distal myopathy, 1732
DNA
Bending, 1573 (R)
Mismatch repair, 63, 749
Mutational, 648 (L)
Polymorphism(s), 861, 917 (L)
Pooling, 140, 839, 1732
Repair, 474
Replication, 474
Dominant dystrophic epidermolysis bullosa, 737
Dominant inheritance, 1552 (L)
Dominant negative effect, 651 (L)
Double heterozygote, 1224 (L)
Down syndrome, 1067
DRA, 760
Drift, mapping, 654 (L)
Duplication(s), 207, 1227 (L)
Duplication/deficiency, 218
Dyslexia, 279 (L), 1448
Dyslipidemia, 586
Dysmorphism, 163
Dysmorphology, 55
Dystrophin, 436
E6-AP, 1561 (L)
Ectodermal dysplasia, 380, 1102, 1558 (L)
Education, 1181
Ehlers-Danlos syndrome, 390
11b-Hydroxysteroid dehydrogenase, 370
Endocardial fibroelastosis, 1457
Endocrine tumors, 455
Eosinophilia, 1086
Epidemiology, 200
Epidermolysis bullosa with pyloric atresia, 1376
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Epilepsy, autosomal dominant, nocturnal frontal lobe,
1108
Epstein-Barr virus, 270 (L)
Estimating equation, 225
Ethics, 673 (R), 682 (E), 686 (E), 688, 696, 898 (L)
Ethnic groups, 241, 673 (R)
Eugenics, 686 (E), 688
European admixture, 1793
Evolution, 1237 (L), 1240 (L)
Exon-intron junctions, 360
Exon skipping, 399, 737
“Express train” model, 1234 (L)
Expression analysis, 717
Extrachromosomal channels, 305 (R)
Extraocular muscle, 517
Facio-audio-symphalangism, 120
Facioscapulohumeral muscular dystrophy, 181
Factor VIII, 1001
Familial aggregation, 252
Familial benign hematuria, 1329
Familial combined hyperlipidemia, 577, 586
Familial disclosure, 898 (L), 900 (L)
Familial isolated hyperparathyroidism, 1544 (L)
Family-based association test, 1886
Family-based tests, 1507
Family data, 1202
Family structure, 889
Family studies, 831
Fanconi syndrome, 1352
FBN1, 1703
Fetal akinesia, 506
Fetal erythroblasts, 1783
Fetal hemoglobin, 1783
Fetopathology, 1095
FGFR3 gene, 1001
Fibrillin, 1703
Fibroblast growth-factor receptor 3, 711
Fibronectin, 1724
Glomerulopathy, 1724
Fine mapping, 1531
Finns, 654 (L)
FISH, 625, 1783
Sperm, 218
Sperm nuclei, 1067
5,10-Methylenetetrathydrofolate reductase, 917 (L)
5-Fluorouracil toxicity, 717
Fluorescent chemical cleavage, 415
FMR1, 776
Focal dystonia, 1777
Forkhead, 1316
Founder
Haplotype, 125
Mutations, 272 (L)
Founder effect, 468, 760, 1341, 1685
4-Hydroxybutyric aciduria, 399
46,XY females, 794
Fragile X syndrome, 776
French Canadians, 1341
Functional genomics, 955 (R)
Functional psychosis, 1139
G-olfa, 1139
GABA metabolism, 399
g-Crystallin, 921 (L)
Gaucher disease, 415
Gelatinous drop–like corneal dystrophy, 1073
“Gems”, 317 (R)
Gendodermatosis, 1376
Gene dosage, 1036
Gene mapping, 794, 817, 839, 1102, 1431
Genetic analysis, 1202
Genetic association, 95
Genetic counseling, 1175, 1181, 1908 (L)
Genetic determinism, 663 (L)
Genetic discrimination, 682 (E)
Genetic disease(s)/disorder(s), 329, 409
Genetic drift, 654 (L)
Genetic epidemiology, 252, 447
Genetic essentialism, 663 (L)
Genetic heterogeneity, 1095, 1388, 1439
Genetic linkage, 95, 274 (L), 786, 880, 1108
Analysis, 577
Genetic mapping, 267, 1232 (L), 1425
Genetic polymorphism, 11 (R)
Genetic redundancy, 1240 (L)
Genetic testing, 688, 749, 898 (L), 900 (L), 1175
Genetic variation, 595, 696
Genome screen/screening, 839, 1872
Genomic deletion, 737
Genomic DNA cloning, 717
Genomic methylation, 803
Genotype elimination, 259
Genotype-phenotype correlation, 71, 415, 1049, 1651
Genotyping, 267
Genotyping error, 1563 (L)
Germ cells, 1001
Germ-line mosaicism, 37
Glaucoma, 1316
Adult, 1549 (L)
Juvenile, 1549 (L)
Gluconeogenesis, 976
Glucose-6-phosphatase, 976
Glycine substitution, 1329
Glycogen-storage disease, 976
Gonadal dysgenesis, 794, 901 (L), 1757
Gonadal mosaicism, 1912 (L)
Graves disease, 1749
Growth retardation, 163, 1396
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Hair, 380
Follicle, 984
hairless gene, 984
Haplogroup, 1473
Haploinsufficiency, 1282, 1651, 1757
Haplotype, 1473
Analysis, 912 (L), 1117
Dating, 1793
Hardy-Weinberg analysis, 1777
Hardy-Weinberg disequilibrium, 1531
Hearing, 1263 (R)
Loss, 447, 786
Hedgehog proteins, 322 (E)
Hemangioblastoma, 1025
Hemochromatosis, 1363
Hemosiderosis, 1396
Hereditary nonpolyposis colorectal cancer, 63
Heteroduplex analysis, 1376
Heterogeneity, 541, 1641
Genetic, 1095
Heteroplasmy, 1908 (L)
Heterozygosity, 101
High-prevalence population, 1067
Histocompatibility antigens, 191
HLA, 1448
HMG box, 1573 (R)
hMLH1, 63
hMSH2, 63
Hodgkin lymphoma, 270 (L)
Holoprosencephaly, 322 (E)
Homeobox, 1307
Homeodomain, 1651
Homogentisic acid, 920 (L)
Homozygosity mapping, 148, 803, 1073, 1095, 1404
HOX genes, 992
HOXD13, 992
Human chromosome 1, 1216 (L)
Human development, 1912 (L)
Human diversity, 673 (R)
Human–leukocyte-antigen associations, 191
Human populations, 847
Human subjects, 696
Huntington disease, 1431
Hutterites, 140
Hyperhomocysteinemia, 409, 1541 (ASHG/ACMG)
Hyperopia, 1411
Hyperphenylalaninemia, 71
Hypertension, 370, 1425
Hypoadrenalism, 1675
Hypoglycemia, 976
Hypohidrotic, 380
Hypoparathyroidism, 163, 1675
Hypotension, 1425
ICF syndrome, 803
IDDM4, 547
Idiopathic generalized epilepsy, 1117
Image processing, 1783
Immunocompetence, 489
Immunodeficiency, 803
IMPG1, 274 (L)
Importin(s), 311 (R)
Imprinting, 170, 468, 1009
Indonesians, 1234 (L)
Inflammatory bowel disease, 95
Informed consent, 673 (R), 682 (E), 898 (L), 900 (L),
1181
Inheritance, 825
Inherited eye disease, 1439
Institutional review boards, 682 (E)
Insulin resistance, 534
Interchromosomal channels, 305 (R)
Internal translation initiation, 1294
Interphase FISH, 207
Interphotoreceptor matrix gene, 274 (L)
Interstitial deletion, 270
Intrachromosomal insertion, 269 (L)
Iridogoniodysgenesis, 1316
Isodisomy, 1216 (L)
Jamaicans, 1839
Japanese, 489, 1060
JC virus, 489
Jewish genetic disease, 1685
Juvenile onset, 88
Kazakh, 1824
Kirghiz, 1824
KpnI repeats, 181
Lactase-phlorizin hydrolase gene, 1078
Lactic acidosis, 1396
Language, 613
Large-scale rearrangement, 1227 (L)
Lariat, 390
Leber congenital amaurosis, 651 (L), 1307
Leber hereditary optic neuropathy, 1220 (L)
Leigh disease/syndrome, 1594 (E), 1598, 1609
Lens, 921 (L)
Lethal congenital contracture syndrome, 506
Likelihood, 259
Analysis, 569
Limb development, 992
Limb malformations, 992
Limb-girdle muscular dystrophy, 140
Linkage, 80, 88, 120, 135, 140, 148, 225, 517, 526,
889, 921 (L), 947 (R), 1078, 1404, 1411, 1439,
1492, 1507, 1732, 1749
Analysis, 101, 109, 125, 259, 279 (L), 498, 506,
638, 810, 870, 931 (R), 935 (R), 1073,
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1095, 1117, 1130, 1139, 1190, 1232 (L),
1243 (L), 1419, 1425, 1431, 1724
Disequilibrium, 191, 225, 241, 506, 547, 557, 595,
664 (L), 760, 1073, 1078, 1396, 1492,
1507, 1531, 1685, 1767, 1777, 1839, 1872,
1886
Genetic, 880
Map(s)/mapping, 163, 861, 1086
Lipoprotein lipase, 595
LKB1, 1641
LMX1B, 1651
LOD score(s), 870
Long-distance/long-range PCR, 360, 1363
Loss of heterozygosity, 817
Low-density lipoprotein, 586
Low penetrance, 1903 (L)
LPL, 595
Lymphocytes, 1464
Lysosomal storage disease, 1352
Machado-Joseph disease, 1060
Macular corneal dystrophy, 912 (L)
Macular degeneration, age related, 200
Malaria, 498
MANB, 1015
Mantel extension test, 1915 (L)
Mantel-Haenszel test, 1915 (L)
Map(s)/mapping, 155, 810, 1839
Drift, 654 (L)
Genetic, 654 (L), 905 (L)
Homozygosity, 1095
Marfan syndrome, 1703
Marker-disease association, 1531
Markov chain, 638
Marshall syndrome, 1558 (L), 1559 (L)
Masking, 678 (R)
Maximum likelihood, 638, 664 (L)
MCPH1, 541
Meckel syndrome, 1095
Media, 662 (L)
Methylation, 1001
Meiosis, 861
I, 1216 (L)
Melanesians, 613
Membranoproliferative (mesangiocapillary)
glomerulonephritis, 1724
MEN1, 455, 1544 (L)
Mendelian errors, 259
Menin, 455
Mental retardation, 163, 1631
MERRF (see Myoclonic epilepsy with ragged red
fibers)
Metastasis, 6 (R)
Methionine synthase, 409
Methylation, 170
Microcephaly, 541
Microdeletion, 1388
7p21.1, 1282
Syndrome, 1277 (E)
Microfibril, 1703
Micronesians, 613
Micronucleus, 1464
Microsatellite(s), 847, 861
Haplotypes, 1793
Instability, 63
MID1, 703
Midline development, 703
Mineralocorticoid, 370
Missense mutation(s), 984, 1015
Mitochondria, 526, 1598, 1910 (L)
Mitochondrial bottleneck, 1908 (L)
Mitochondrial disorder(s), 428, 1220 (L), 1609
Mitochondrial encephalomyopathy, 447, 526
Mitochondriocytopathies, 1598
Mixed model, 825
MNGIE, 526
Mobile elements, 436
Model organism, 955 (R)
Modifier gene(s), 1025
Molybdenum cofactor deficiency, 148
Monochorionic twins, 339
Monogenic, 1675
Monosomy-9p syndrome, 901 (L)
Monte Carlo likelihood, 1517
Mosaicism, 1903 (L)
Motoneuron disease, 506
MSX1, 557
MSY1, 1793
mtDNA, 29, 529, 613, 769, 1220 (L), 1227 (L), 1234
(L), 1473, 1594 (E), 1807, 1824, 1908 (L)
Control-region sequence, 1852
Haplogroup, 1852
MTHFR (see 5,10-Methylenetetrathydrofolate
reductase
Muir-Torre syndrome, 63
Multifactorial control, 415
Multiple congenital anomalies, 703
Multiple deletions, 526
Multiple endocrine neoplasia type 1, 1544 (L)
Multiple-synostoses syndrome, 120
Multipoint analysis, 638
Linkage analysis, 1245 (L)
Multivariate analysis, 1190
Muscular dystrophy, 1578 (R)
Mutant expression, 1049
Mutation(s), 71, 380, 390, 455, 474, 711, 727, 1036,
1049, 1294, 1363, 1561 (L), 1598, 1631, 1651,
1659, 1663, 1703, 1903 (L)
Analysis, 52, 55, 360, 717, 1352, 1549 (L)
Detection, 415
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Missense, 984, 1015
MTHFR, 917 (L)
Nonsense, 1015
Scanning, 909 (L)
Screening, 557
Search, 760
Myoclonic epilepsy with ragged red fibers, 1908 (L)
Myopia, 109, 1419
Myosin VIIA, 909 (L)
Nail patella, 1651
Nanophthalmos, 1411
Native Americans, 1473, 1852, 1862
NDUFS8, 1598
Neanderthals, 1237 (L)
Nematode, 955 (R)
Neoplasia, 455
Nephronophthisis, 1404
Network(s), 1234 (L)
Analysis, 847, 1852
Neural tube defects, 917 (L)
Neurodegeneration/neurodegenerative disorder, 135,
200, 1431
Neurofibromatosis type 2, 727
Neurological disorder, 148
Neuromuscular junction, 967
Neutropenia, 976
Nicotinic acetylcholine receptor, 1108
Niemann-Pick type D, 52
NM23-H1, 6 (R)
NNO1, 1411
Nonchromaffin paraganglioma, 468
Nondisjunction, 1216 (L)
Non–insulin-dependent diabetes, 241
Nonparametric linkage analysis, 880
Nonparametric methods, 870
Nonrandom sampling, 1202
Nonsense mutation, 1015
Nonsyndromic, 786
NTBC (2-[2-nitro-4-trifluoromethylbenzoyl]-1,3-
cyclohexanedione), 920 (L)
Nuclear matrix, 305 (R)
Nuclear structure, 297 (R), 317 (R)
Nuclear transport, 311 (R)
Obesity, 1130
Ocular defects, 1316
Ofactomedin, 1549 (L)
1a-Hydroxylase, 1694
Oocytes, 769
Ophthalmoplegia, 517
Opitz G/BBB syndrome, 703
Optic-nerve disorders, 1220 (L)
Osteochondrodysplasia, 155
Osteosarcoma, 817
Ovarian cancer, 272 (L), 1224 (L), 1341
Overreporting, 252
p300, 1240 (L)
Paget disease, bone, 817
Pairwise relationship, 1563 (L)
Paracentric inversion, 269 (L), 270
Paralogous regions, 1240 (L)
Parathyroid adenoma, 1544 (L)
Parental consanguinity, 760
Parkinson disease, 88
Parkinsonism, juvenile, 80
Partial lipodystrophy, 534
Particle size, 586
Paternal-age effect, 711
Paternal origin, 1067
Pathologic myopia, 1419
Pathology, 45
PCCB, 360
Pedigree, 678 (R)
Analysis, 1202
Error, 1563 (L)
Pelizaeus-Merzbacher disease, 207
Penetrance, 1220 (L)
Pericentric inversion, 218
Peroxin Pex16p, 1622
Peroxisome(s), 347
Biogenesis disorder(s), 347, 1622, 1898 (L)
Ghost, 1622
Membrane ghost, 1898 (L)
Membrane protein, 1622
Protein import, 347
Peutz-Jeghers syndrome, 1641
PEX, 1898 (L)
PEX10, 347
PEX12, 1294
PGL1, 468
Pharmacogenetics, 11 (R)
Phenotype, 1703
Phenotypic spectrum, 909 (L)
Phenylalanine hydroxylase, 71
Phenylketonuria, 71
Pheochromocytoma, 468
Phonological coding, 1448
Photoreceptor degeneration, 1439
Phylogeny, 1237 (L)
Physical mapping, 506
Pima Indians, 1130
PKU (see Phenylketonuria), 71
Plasmodium falciparum, 498
Pleiotropy, 831
PML bodies, 297 (R)
Point mutation, 52
POINTER, 825
Polymorphism(s), 200, 648 (L)
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DNA, 861
Polynesians, 613, 1234 (L), 1793
Population genetics, 360, 656 (L), 673 (R), 760, 917
(L), 1807
Population-specific alleles, 1839
Porphyria cutanea tarda, 1363
Power, 664 (L), 1492
Power analysis
Analysis, 880
Studies, 870, 1507
Prader-Willi syndrome, 170, 1009
Predisposition, 455
Preimplantation genetic diagnosis, 1009
Preimplantation human embryo, 1009
Prenatal diagnosis, 1160, 1561 (L), 1783, 1908 (L),
1910 (L)
Primordial germ cells, 1912 (L)
Privacy, 678 (R), 898 (L)
Probability, 947 (R)
Propionic acidemia, 360
Protein C deficiency, 569
Protein kinase C epsilon, 625
Proteolipid protein, 207
Proximal symphalangism, 120
Psoriasis, 191
Pulsed-field gel electrophoresis, 37
Purine metabolism, 1049
Quantitative trait, 1243 (L)
Loci, 1190
Questionnaire, 1175
Radiation
Hybrid map, 125
Sensitivity, 125
Ran, 311 (R)
Recombination, 861
Classes, 1517
Frequency, 218
Reductionism, 663 (L)
Regulation, research, 682 (E)
Relative risk, 1492
Renal-cell carcinoma, 1025
Repeat-expansion detection, 648 (L)
Respiratory chain, 428
Retina, 900 (L)
Retinal dystrophy, 1439
Retinal guanylate cyclase, 651 (L)
Retinitis pigmentosa, 1307
Retinoblastoma, 1903 (L)
Retinoic acid receptor, 297 (R)
Rett syndrome, 267, 1552 (L)
Reverse-transcription–PCR analysis, 329
Reyes-like syndrome, 101
Rho0 cells, 1609
Rickets, 1694
RNA splicing defect, 399
Rogue cells, 489
RSH syndrome, 322 (E)
RSK2 serine/threonine kinase, 1631
Saami, 654 (L)
Saethre-Chotzen syndrome, 1277 (E), 1282
Sample size, 241
SCD locus, 101
Schizophrenia, 1139
Score statistic, 1492
Screening, 688
Segregation analysis, 569, 586, 825, 831,
Complex, 942 (R)
Selection, 474, 1457
Selective advantage, 656 (L)
Sephardic Jews, 1685
Sequence analysis, 1431
Sequence divergence, 1473
7-Dehydrocholesterol, 329
Sex
Chromosome abnormalities, 1757
Determination, 794, 901 (L)
Ratio, 1001
Reversal, 794, 901 (L), 905 (L), 1573 (L)
Short tandem repeat, 613, 861
Sibs/siblings, 1190
Recurrence-risk ratio, 252
Sib pairs, 1243 (L), 1245 (L), 1563 (L)
Analysis, 638
Sibship disequilibrium test, 1886
Sibship test, 1915 (L)
Sign test, 1886
Simulation, 638
Single-nucleotide polymorphism, 225, 595
Skeletal dysplasia, 1659
Skeletal muscle, 436
Atrophy, 317 (R)
Skewness, 1457
Smith-Lemli-Opitz syndrome, 55, 322 (E), 329
Smith-Magenis syndrome, 270
SNRPN, 1009
SOD2, 88
Software, 259
Somatic-cell hybrids, 20, 1609
Somatic mosaicism, 727
Spastic paraplegia, 135
Spelling disability, 279 (L)
Sperm
FISH, 218
Typing, 1903 (L)
Spinal muscular atrophy, 37, 1712
Spinocerebellar ataxia, 1060
Splicing mutation, 436
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Spondylometaphyseal dysplasia, 1659
SRY, 1573 (R)
Statistical genetics, 931 (R)
Statistical methods/statistics, 241, 935 (R), 942 (R),
1190
Steroid metabolism, 370
Sterol D7-reductase, 55
Stickler syndrome, 1558 (L)
Stop codon, 29
Strabismus, 517
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